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Prenatally Detected Congenital Perineal Mass Using 3D 
Ultrasound which was Diagnosed as Lipoblastoma Combined 
with Anorectal Malformation: Case Report
We report a case of prenatally diagnosed congenital perineal mass which was combined 
with anorectal malformation. The mass was successfully treated with posterior sagittal 
anorectoplasty postnatally. On ultrasound examination at a gestational age of 23 weeks 
the fetal perineal mass were found on the right side. Any other defects were not visible on 
ultrasonography during whole gestation. Amniocentesis was performed to evaluate the 
fetal karyotyping and acetylcholinesterase which were also normal. As the fetus grew up, 
the mass size was slowly increased more and more. At birth, a female neonate had a 
perineal mass on the right side as expected. During operation, the anal sphincteric 
displacement was found near the mass and reconstructed through posterior sagittal 
incision. This is the first reported case of prenatally diagnosed congenital perineal mass, 
after birth which was diagnosed as lipoblastoma and even combined with anorectal 
malformation. This case shows that it can be of clinical importance to be aware of this rare 
fetal perineal mass in prenatal diagnosis and counseling.
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INTRODUCTION
Lipoblastoma is a rare benign tumor originated from adipose 
tissue and cytologically characterized by lipocyte, lipoblasts, 
spindle cells, myxoid extracellular material, thin branching cap-
illaries, and absence of nuclear atypia (1-4). It is found most com-
monly in the upper and lower extremities but it can occur any-
where of soft tissue (5). It is usually noted during the first 3 yr of 
life and male predominant of 3:1 (6, 7). Spite of its benign nature, 
the rapid growth character generally makes the best treatment 
of choice complete surgical resection. 
CASE REPORT
A 27-yr-old woman was referred for further evaluation of fetal 
perianal mass detected during routine antenatal care at 23 weeks’ 
gestation. Nuchal translucency and quad marker tests were nor-
mal at the local clinic. At the first visit to our hospital, 0.9×0.81 
cm sized freely movable, round shaped homogenous echogen-
ic perivaginal mass with smooth surface was visible on two-di-
mensional (2D) transabdominal ultrasound (Accuvix XQ; Me-
dison, Seoul, Korea). And, additional 3D ultrasound (Accuvix 
XQ) could reveal the origin of the mass which was originated 
from the skin apart from anus or vagina. The amniocentesis re-
vealed the fetal karyotype was normal as 46, XX and acetylcho-
linesterase level was not detected. The fetal perivaginal mass was 
more and more increased to 1.32×0.96 cm at 31 weeks and 2.43 
×1.87 cm at 36 weeks as gestational age was increased (Fig. 1). A 
female neonate was delivered by induction with oxytocin at GA 
41 weeks and weighted 3.63 kg. The Apgar score was 9 and 9 each 
at 1 and 5 min and the neonate was grossly normal. The pedun-
culated soft mass, measuring 3×2.1×2 cm, was visible on the right 
posterior labium major and the base of the mass was about 0.7 
cm in diameter (Fig. 2). General physical and laboratory evalu-
ation on the neonate was performed preoperatively. Complete 
blood counts, electrolytes, liver and renal function tests, and uri-
nalysis were within normal range. Patent foramen ovale with a 
flow from left to right was visible in routine postnatal cardiac 
echo. Any abnormal pathogen was not detected in perineal cul-
ture and there was no specific finding on whole body radiogra-
phy. Magnetic resonance imaging (MRI) study showed pedun-
culated fat mass in right perineum. In addition, there was no sig-
nificant congenital anomaly in vertebral body, both kidney and 
anus on MRI. Abdominal ultrasound was also performed. On 
the ultrasound, the echotexture of the perineal pedunculated 
mass was similar with subcutaneous fat and there was no bow-Ahn KH, et al.  •  Prenatally Diagnosed Congenital Perineal Lipoblastoma with Anorectal Malformation
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el content in it. Simple surgical excision was planned for the le-
sion originally. The mass was removed under general anesthe-
sia (Fig. 3). At operation, we identified that the right anal exter-
nal muscle complex was displaced due to the original mass and 
also found the perineal groove type anorectal malformation. 
Posterior sagittal anorectoplasty (PSARP) was performed with 
Fig. 2. At birth, pedunculated round soft mass, measuring 3×2.1×2 cm, was visible 
on the right posterior labium major of the newborn.
Fig. 3. The mass was excised completely under general anesthesia. The skin shows 
no remarkable finding. On section, the cut surface shows soft adipose tissue-like 
material.
B A
Fig. 1. (A) 2D and (B) 3D ultrasonographic findings of fetal perineal mass (arrow) with hypoechoic shadow at 36 weeks’ gestation.
B A
Fig. 4. The tumor was composed of irregular small lobules of immature fat cells separated by connective tissue septa of varying thickness and mesenchymal areas with a loose 
myxoid appearance. Hematoxylin and eosin stain, (A) 40× and (B) 100× magnifications.Ahn KH, et al.  •  Prenatally Diagnosed Congenital Perineal Lipoblastoma with Anorectal Malformation
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complete mass excision. The histopathologic result was lipoblas-
toma with free resection margin (Fig. 4). The neonate could be 
discharged from the hospital without any complication on the 
postoperative seventh day.  
DISCUSSION
All of the reported cases of congenital perineal mass have been 
diagnosed after birth except for one case. Bord et al. (8) in 2006 
reported a case of a congenital perineal skin tag that presented 
as a perineal tumor with 5 mm in diameter during second tri-
mester sonographic scan at 23 weeks’ gestation. It was lipoma 
histologically. Their report was the first prenatally diagnosed 
case of lesion on the fetal perineum. Since the first definition of 
a lipoblastoma to describe a tumor of immature fat cells by Jaffe 
in 1926 (9), some authors have reported lipoblastomas postna-
tally. In 1973, Chung and Enzinger (10) distinguished lipoblas-
tomas of the circumscribed type from lipoblastomatosis of the 
diffuse, multicentric type, and identified the extremities as the 
most common site. A recent 16 case series by Jung et al. (5) re-
ported the lesions involving 10 boys and 6 girls ranging from 5- 
49 months of age. In their report, the most common presenting 
symptom was a painless mass with a progressive increase in size, 
and the neck was the most common location. The tumor size 
varied from 2.0-12.0 cm in the greatest diameter, and the histo-
logic results involved myxoid diffuse, circumscribed, or diffuse 
types with or without encapsulation (5). Our case is meaningful 
as the first report of a perineal lipoblastoma, which was prena-
tally diagnosed by 3D ultrasonography. It indicates that 2D and 
3D ultrasound had an important role on the detection of origin 
and differential diagnosis of perineal mass and counseling with 
their parents. Although radiologic imaging can be helpful in dif-
ferentiating soft tissue tumors, MRI and CT are of little use in a 
diagnosis of lipomatous tumors. Only increased cellularity of li-
poblastoma makes lower density on T1-weighted MRI images 
and can be helpful in differentiating from lipoma (11).
  Lipoblastoma is grossly soft and smooth mass and histologi-
cally well circumscribed and lobulated; the lobules are separat-
ed by thin fibroconnective tissue septa containing gaping, thick-
walled blood vessels. Cytologically, the tumors are composed 
of uniform proliferation of slender spindle cells showing slightly 
eosinophilic cytoplasm with indistinct borders and uniform, 
elongated nuclei with finely granular chromatin, and no nucle-
oli (12). In cases of lipoblastomas, myxoid liposarcomas and li-
pomas should be ruled out because the histologic and cytologi-
cal features are similar and occasionally indistinguishable (13). 
The clue for the differentiation of liposarcomas is the absence 
of nuclear atypia. The detection of a rearrangement of 8q11-q13 
in lipoblastomas by chromosomal studies is another method for 
difficult cases; myxoid liposarcomas are characterized by the 
translocation t(12;16)(q13;p11) (14-16). The other differential 
diagnoses includes skin tags, hymenal tags, condylomas, hy-
menal and paraurethral cysts, vulvar hydroceles, capillary and 
cavernous hemangiomas, lymphangiomas, neurofibromas, em-
bryonal rhabdomyosarcoma, teratoma, endodermal sinus tu-
mor and lipomyelomeningocele (17).
  Complete excision is important for treatment because there 
is a recurrence risk upto 14-25% (10, 18). After that, searching 
for anorectal malformation combined with perineal mass is also 
important. During excision of the neonatal perineal mass, we 
found anal sphincteric displacement near the mass and recon-
structed the anal sphincter and perineal body through posteri-
or sagittal incision similar to Shaul et al. (19). Anorectal malfor-
mation can have an effect on anorectal function. Wester and 
Rintala (20) insisted that the distortion of sphincter was the most 
important factor to decide the final anorectal functional result; 
in their cases, the sphincter was distorted in the majority of the 
patients. They concluded that it seems reasonable to inform par-
ents of neonates with perineal lipomas associated with an ano-
rectal malformation that the lipoma may have a negative impact 
to on the functional outcome. We agree to inform parents of the 
neonates that their offsprings can have incontinent problem in 
their later lives. Shaul et al. (19) showed that hamartomas/cho-
ristomas, vascular anomalies, such as hemangiomas, lymphati-
covenous malformations, and lipomas could be associated with 
anorectal malformations.
  Although fetal perineal mass is rare, it can be detected by care-
ful prenatal ultrasonography. And the 3D ultrasound images 
make it possible to differentiate the origin of mass which is de-
rived from anus, vagina, vulva, etc. If the perineal mass is found 
during antenatal care, general counseling on diagnosis, treat-
ment, and prognosis of the mass should be given to parents of 
the fetuses. Also, it is necessary to perform a precise evaluation 
of the fetal pelvic anatomy i.e. anal canal, vagina, uterus and blad-
der, to rule out a more complex pelvic malformation. The pa-
tients with anorectal malformations may have cloacas, rectoves-
tibular fistulas, and sacral anomalies, such as a hemisacrum and 
meningoceles (20).
  We first report prenatally detected congenital perineal mass 
by ultrasound which was diagnosed as lipoblastoma combined 
with anorectal malformation after birth.
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